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YM40 (D2S75) is a polymorphic 
DNA sequence on chromosome 2 
Y.M.Horton and P.A.Boyd* 
Department of Bioscience and Biotechnology, University 
of Strathclyde, Todd Centre, 31 Taylor Street, Glasgow 
G4 ONR, UK 
Source/Description: YM40 (D2S75) is a 3.7 Kb single copy 
EcoRI fragment isolated from a Charon 21A human chromosome 
2 library (1). 
Polym01phism: Pstl detects a two allele system. 
Al: 5.4 Kb and 3.8 Kb. 
A2: 9.3 Kb 
Frequency: Estimated from 23 unrelated Caucasians. 
Al: 0.89 
A2: 0.11 
Not Polymorphic For: BamHI, Bglii, EcoRI, Hindlli, Rsai. 
Chromosomal Localisation: The probe was assigned to 
chromosome 2 using a panel of somatic cell hybrids (2). 
Mendelian Inheritance: Co-dominant segregation of the alleles 
has been observed in 5 families. 
Probe Availability: Available for collaboration. Contact P. Boyd. 
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Source/Description: The probe used is a 98 bp fragment amplified 
by PCR from a cDNA clone of the CFTR gene or from genomic 
DNA corresponding to exon 10, using two primers from this 
exon (1). 
Polymorphism: Mspi identifies a two allele polymorphism within 
the intron region surrounding exon 10 of the CFTR gene. 
Southem blot analysis produces bands of 16.5 and 6.6 kb (Figure 
1). 
Frequency: Allele frequencies as estimated from the analysis of 
103 normal and 97 CF, unrelated Spanish chromosomes, are 
Cl 
C2 
N 
0.67 
0.33 
CF 
0.82 
0.18 
Not Polymorphic For: Psti, Pvuii, Scrfl, Taqi. 
Chromosomal Localization: CFTR gene has been assigned to the 
7q31 region. 
Mendelian lnheritance: Co-dominaht segregation was 
demonstrated in 50 families. 
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Figure l. F: father; M: mother; N: non-CF; CF: cystic fibrosis. 
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